Breast cancer is a complex disease in which numerous genetic aberrations occur whose causative effects on tumorigenesis remain illusive. It is becoming clearer that specific molecular alterations are required in the progression of this disease and have been implicated in the development of breast cancer. Therefore specific genetic changes have become critical factors towards understanding the development of this disease. At the chromosomal level, data of the least and most associated chromosomal sites, that may be relevant to breast tumorigenesis, are accumulating rapidly.
The most frequently involved sites are: lp32, lp34, Iq25-qter, del(l)(ql 1-ql2). der( 1;16)(qlOpIO), t(l;3)@3 1;q24), t(I;7)@22q32), t(l;lO)(p22;q14); 2q; 3p14.2-21.1, 3~24.3-25, de1(3)Cp12-21). t(3;4)@14;q2 1); 4q2 1; Sq; 6p, de1(6)(q2 1.2); 8p11, 8p12, 8q24; 9p21-24, 9p; I l p l l , llp15, llq13, l lq23. 1, llq24.1; 12p, 12q13; 14q; 1Sq; 16q22, 16q24; 17~13.3, 17q12 ; 18q21; 20q 12-qter and 22q 13.1. Strikingly, the breaks on different chromosomes are highly variable. The recurrent gains of chromosomes were I, 4, S,6, 7, 11, 12, 16, 17, 18, 19 and 20 while less of chromosomes 6 and 7 were quite frequent. Some of these changes have been correlated with adverse prognosis in this disease. In addition, we present a detailed account of molecular markers and discuss their clinical relevance. A tandem d u p l i c a t i o n of t h e proximal l o n g arm of chromosome 19 was i d e n t i f i e d i n a 2 y e a r o l d female i n f a n t w i t h developmental d e l a y s . GTG t e c h n i q u e r e v e a l e d t h a t t h e long arm r e g i o n 19q13.13-q13.33 was tandemly d u p l i c a t e d . The karyotype is: 46,XX,dup(19)(q13.13q13.33) FISH technique u s i n g whole chromosome p a i n t showed t h a t t h e abnormal chromosome was composed e n t i r e l y of chromosome 19 m a t e r i a l . P a r e n t a l chromosomes were normal.
To o u r knowledge, t h i s i s t h e f i r s t c a s e of "pure" trisomy of 19q13.13-q13.33. C l i n i c a l f o l l o w up of o u r p a t i e n t and a f u r t h e r m o l e c u l a r c h a r a c t e r i z a t i o n of t h e b r e a k p o i n t s involved should shed l i g h t on t h e development e f f e c t s of t h e d u p l i c a t e d genes i n t h i s r e g i o n . These s t u d i e s a r e i n p r o g r e s s .
